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3HflOHpMHO/iorHHecHHM BECTHHH 



CMHAPOM HVHAH - 

4ACTAH nPMHHHA HH3K0P0C/10CTM 



CnHflpowi HyHaH BCTpeMaeTcn c MacroToi/i 1 aiyHai/i 
Ha 1000-2500 HOBopo>KfleHHbix, Hac/ieflyeica ayTOCOMHO- 
flOMMHaHTHo h xapaKTepn3yeTca Hi/BKopoc/iocrbfo, nopo- 
KawiM cepflua, flecj)opiviaMi/iei/i rpyflHoii K/ieTKi/i 1/1 xapaKTep- 
HbiwiM oco6eHHOcraivin (j)eHOTi/ma. riepBoe K/iHHi/mecKoe 
onncaHne CHHflpowia HyHaH 6biJio cflenaHO b 1883 rofly 
pyccKHM cTyfleHTOM-wieflUKOM Ko6bi/ii/iHCKMM M3 yHMBep- 
CMTeTa r Tapiy. CBoe Ha3BaHi/ie ci/iHflpoivi HyHaH no/iym/i/i 
b necTb KaHaflCKoro Kapfli/io/iora >KaKni/iH HyHaH, KOTopaa 
b 1 968 rofly npoBOfli/i/ia o6c/ieflOBaHi/ie fleTei/i c Hi/i3Kopoc- 
jiocTbio i/i nopoKaMM cepAMa. 

OeHOTMnMMecKne xapaKTepi/icrnKM ci/iHflpowia HyHaH 
ia CHHflpowia LUepeweBCKoro-TepHepa bo MHorowi coBna- 

flaiOT. HH3KOp0010CTb, COHeTaiOLHyiOCfl C KpblJlOBI/lflHblMI/l 

CK/iaflKaivii/i wei/i, 6bi/ia oni/icaHa b 1 930 HewieuKi/iM yqeHbiM 
Otto Y/ibpi/ixoM (c))eHo™n Y/ibpi/ixa). OflHOBpewieHHO awie- 
pwKaHeM TeHpn TepHep Bbifle/in/i H030Jiori/mecKyio (f)opMy 
Hi/i3Kopoaiocm, HivieHyeiviyio c Tex nop chhapomom Tep- 
Hepa, hjii/i CHHflpowioM Y/ibpuxa-TepHepa (b repiviaHni/i), 
a T3K>Ke CMHflpoMOM LUepeiiieBCKoro -TepHepa ( b Pocci/ih). 

PaHee ci/iHflpoivi HyHaH Ha3biBani/i MywcKwvi Bapi/i- 
aHTowi CHHflpowia TepHepa, m flo cepeflHHbi 80-x roflOB 
npowjioro BeKa flwc|)(j}epeHu 1 i/iajibHbii/i ,qnarH03 wie>Kfly 
3TMM1/1 flBywia CHHflpowiaMM npoBOflM^ca nMLUb no no/io- 
Bowiy npn3HaKy: fleBom<aM ycTaHaB/ii/iBa/icfl CHHflpoM 
LUepeiiieBCKoro-TepHepa, Ma/ibMUKawi - ci/iHflpowi HyHaH. 
B HacToainMM MOiweHT CHHflpoM HyHaH He nwieeT no/iOBOi/i 
npnHafl/ie>KHOCTi/i. 

B 90-e roflbi pa3pa6oTaHo HecKo/ibKO Bapi/iaHTOB kjii/i- 
HunecKnx KpnTepneB nocTaHOBKM flnarH03a ci/iHflpowia 
HyHaH. 06ii^enpnHflTbiMM HBrmioTCfl KpMTepi/ii/i ro;uiaHfl- 
CKoro 3HflOKpnHo^ora van der Burgt. 

CnHflpowi HyHaH wioweT 6biTb ycTaHOB/ieH 
npi/i coMeTaHnn: 



Bnepefl mohiomi/i i/i yTO/iifleHHbiM 3aBMTKOM, Bbicorae ro- 
TMMecKoe He6o, Mi/iKpomaTi/iH, KopoTKaa wen c ko>khoi/i 

CKfiaflKOI/l l/l I/13KI/1M pOCTOM BOJIOC Ha 3aTbl/lKe. 

y fleTew 6onee crapwero B03pacra KOHTyp /ii/iua cra- 
HOBHTca 6o/iee Tpeyro/ibHbiM i/i jii/iup nacre KaweTca Kpyn- 

HblM l/Ull/l MHOnaTI/lMHblM. I~jia3a 60JlbLUI/ie, Bbipa3MTe^bHbie, 

Kpyrnwe, CBeT/ibie (ci/iHi/ie i/i cnHe-3e/ieHbie). OTMenaeTCfl 

flByCTOpOHHMM HJII/I OflHOCTOpOHHHI/l nT03. BpOBH BblCO- 
KO paCnOTIO>KeHHbl, l/l30l"HyTbl («flOMl/IKOM»), MTO C03flaeT 

yflMBneHHoe Bbipax<eHi/ie nv\\\a. Ty6bi TO/iCTbie, xoponio 
Bbipa>KeHa Hocory6Haa CK/iaflKa. 

y noflpocTKOB jii/iuo Hanowii/maeT nepeBepHyTbii/i 
TpeyronbHi/iK, wi/ipoKoe b 06/iacTM ^6a n cy>KHBaK)meeca 
k nofl6opoflKy. Hep™ ni/ma 3aocTpeHbi, CTMrMbi 6onee 
Bbipa>KeHbi. I~jia3a He TaKi/ie 6oflbLuwe, Luea KaweTca wieHee 
KopoTKOM. MHorfla Bbipa>KeHa KOWHaa CK^aflKa v\nv\ Bepx- 
hmi/i Kpai/i TpanequeBHflHOM MbiiUMbi. 

y B3poc^bix ^wqeBbie npn3HaKH Bbipa>KeHbi c^a6ee, 
mto ci/inbHO 3aTpyflHaeT nocTaHOBKy flnarH03a. XapaKTep- 
Hbi Bbipa>KeHHbie Hocory6Hbie CK^aflKM, BbicoKaa jii/ihi/ih 
pocTa botioc Ha ^6y, wi/ipoKi/ie BbiTaHyTbie rna3Hbie \i\env\. 

flE(DOPMA14l/ll/l CKEJ1ETA. TpyflHaa KneTKa o6bNHO 

LUMpOKafl C LUI/ipOKO paCCTaBJieHHblMI/1 COCKaMM, HaCTO OT- 

MeqaeTCfl ee fle^opiviaMMa (BopoHKoo6pa3Haa mjim KH^e- 
BMflHaa). K TpeM-neTbipeivi roflawi fle^opwiaMna rpyflHOM 
K/ieTKw o6biMHO CTaHOBi/iTCH 6o^ee Bbipa>KeHa. npniviepHo 
y 15% fleTefi Ha6^fOflaeTca rpyflHow cko^mo3. Taioxe nacTO 
BCTpenaiOTCfl KpbmoBMflHbie xionaTKi/i, cubitus valgus (50%), 
pafli/ioy/ibHapHbM chhocto3 (2%), K/iMHo6paxnflaKTMnwa 
(30%), nepepa3rn6aHne b cycraBax (50%) v\ BpoKfleHHaa 
KOCO^anocTb (aKBi/moBapycHaa flec^opMaqHfl CTonbi) (12%). 

BPOjKflEHHblE nOPOKM CEPflUA BCTpenaioTCfl 
npw CMHflpowie HyHaH To/ibKO b 50-80% cnynaeB. Hai/i- 
6onee xaoaKTeoHbiui nopoK ceoxiua - creH03 neroMHOM 



\i\v\h. 30% B3poaibix i/iivieKDT KOHeMHbii/i pocT b npefle/iax 
Hopwia^bHbix 3Ha4eHnw. CeKpeL(Mfl ropMOHa pocTa o6biH- 
ho He HapyiueHa, ho b 45% aiyqaeB MO>KeT Ha6/iiOflaTbca 
napMwa^bHbiPi CTr-Aec|)ML(HT. HOP-1 CHM>KeH v\nv\ onpefle- 
naeTca Ha Hi/i>KHei/i rpaHi/iu,e Hopwibi. y MacTi/i naqMeHTOB 
BbiflB/iaeTOR MacTHHHaa pe3MCTeHTHOCTb k ropMOHy pocTa. 
KocTHbii/i B03pacT OTCTaeT b cpeflHewi Ha 2 rofla. HacTy- 
nneHne ny6epTaTa 3aAep>KaHo npwiviepHo Ha 2 rofla, v\ ot- 
cyTCTByeT BbipaweHHbm ny6epTaTHbm poctobom CKaMOK. 
OflHaKO, b 2007 rofly b CLUA FDA oflo6pn.no npwMeHeHMe 
ropwioHa pocTa "HopflHTponHH Hopflw^eT" npw CMHflpoMe 
HyHaH. Ha ceroflHflLUHi/m fleHb flaHHbie 06 3())cj)eKTMBHOCTn 
neneHMa npoTi/iBopeMMBbi. TopwioH pocTa nprnvieHaioT npw 
Hani/iHi/iM napqwa^bHoro CTr-fle4)Mi4MTa. 

KPI/II1TOPXI/I3IV1 (oflHO \ah\a flBycTopoHHMM) BCTpena- 
eTca y 60-80% wia/ibHMKOB. y o6onx nonoB Ha6^ioflaeTca 
3aflep>KKa ny6epTaTa. QepTi/mbHocrb npw CMHflpoMe Hy- 
HaH MO>KeT 6biTb HapyujeHa TO^bKO y Ma/ibm/iKOB npn Ha- 

/lMMMH KpnnTOpXM3Ma. 

nOPOKI/l MOHEBblBOflyimEM CMCTEMbl Ha6^K)fla- 
(OTCiq b 1 0% c^ynaeB. Han6o^ee nacTO BCTpenaeTCfl paciuM- 
peHwe noneMHOM jioxaHKH, pe>Ke Ha6^K)flaiOTCfl yflBoeHwe 

HaLUeMHO-TIOXaHOMHOM CMCTeMbl, CTeH03 MOHeTOMHl/lKa, rw- 

nonna3na, areHe3na, 3KTonniq noMKi/i, rnflpoHecj)po3. 

nOBbJUJEHHAg CKJIOHHOCTb K KPOBOTEHEHM- 

flJVj pa3HOM CTeneHM Bbipa>KeHHOCTM Ha6moflaeTca b 30- 
55% aiynaeB. Koary^ionaTMM MoryT MaHH(J)ecTi/ipoBaTb 
b Mfle ™>Ke/ibix KpoBOTeneHi/ii/i, a wioryT 6biTb fierKi/iwii/i (re- 

MaTOMbl, CHHHKH, KpOBOnOflTeKM) M/1H CKpblTbIMM (^a6opa- 
TOpHbie aHOMa/IMM 6e3 K^MHMMeCKMX npOflB^eHMM). 

fltjCDjlA3Mfl J1I/IMOATI/IHECKI/IX COCYfl OB Ha6^io- 
flaioTca b 20% c/iynaeB, ho MO>KeT BbBBaTb cepbe3Hbie 
npo6^eivibi. Han6o^ee nacTO /ii/iM(f>aTi/mecKafl flHcn^a- 

3Mfl MaHM(beCTMPVeT V HOBOPOKfleHHblX K3K OTeMHOCTb 



1) . Tuni/iMHoro 4>eHOTi/ma c I ocHOBHbiwi nni/i 2 flono/i- 
Hi/iTe/ibHbiMi/i npi/i3HaKaMi/i. 

2) . OTfleJIbHblX CTMTM fll/IMa C 2 OCHOBHblMH 1/1 JIM 3 flO 
nO/lHMTe/lbHblMI/1 npi/!3HaKaMI/l. 

B 2001 rofly OTKpbiT reH PTPN11, fle4>eKTbi KOToporo 
aB/iaiOTCH npuMMHOM CMHflpoivia HyHaH b 50 % oiyHaeB. 
K 2007 rofly 6binn i/ifleH~n/i<j)i/iL(i/ipoBaHbi 1/1 flpyri/ie reHbi, 
TaK>Ke OTBeTCTBeHHbie 3a pa3BHTi/ie CMHApowia HyHaH - 
CRAS, SOS1,RAF1. 

OCHOBHOM npi/IMMHOM 06pai^eHMa K 3HflOKpHHOJ!Ory 

aB/iaeTca 3aflep>KKa pocTa, 1/1 pewe - Kpi/mTopxi/i3M. fla/ie- 
ko He Bee flen/i c chhapomom HyHaH crrcTaioT b pocie, xoth 
1/imskdt flpyme xapaKTepHbie npi/i3HaKi/i CHHflpowia. 

(DeHOTMn CMHflpoivia HyHaH flocraTOMHO pa3Hoo6pa- 

3eH no Bbipa>KeHHOCTM BHeiilHUX MepT l/l HajlUMHK) aHowia- 
/ll/ll/l pa3BMTMa, B pa3Hbie B03paCTHbie nepi/IOflbl 1/IMeiOTCa 
CBOM 0C06eHH0CTM BHetJJHOCTH. 

XAPAKTEPHblE HEPTbl /1MUA. y HOBopo>KfleHHbix 
ro/ioBa cpaBHMTe/ibHO 6o/ibwaa c BbicoKMM, BbicTynaio- 
lui/im ji6om, rna3a 6ojibwi/ie, Kpyr/ibie. Ti/ini/mHbiMi/i nep- 
TawiM aB/iaiOTca ri/inepTe/iopi/i3M rna3, sni/iKam-, aHTHMOH- 
ro/101/iflHbii/i pa3pe3 ma3, wi/ipoKaa, i/morfla ynnomeHHaa 
nepeHOCi/iqa, Hi/i3Konoca>KeHHbie yuui/i c pa3BepHyTbiMi/i 



apTepnn (50-62%), Macro b coneTaHUH c fli/icn/ia3i/iei/i ne- 
Bbix OTfle/ioB 1/1/11/1 flpyn/iMi/i nopoKawii/i. y 10-20% fleTeii 
BdpeMasTCfi ri/inepTpo<t>i/i4ecKafl o6crpyKTi/iBHaa Kap- 
flMOMMonaTna (rOKM) c acci/iMeTpi/mHoi/i rnnepTpo(j>i/iei7i 
neperopoAKM. Ms flpyri/ix nopoKOB wioryT Ha6nioflaTbca 
flec|)eKTbi wiewnpeflcepflHoii (6-1 0%) h Me>M<ejiyflOHKOBOi/i 
(5%) neperopoflOK, OTKpbiTbii/i apTepi/ia/ibHbii/i (6oTan/iOB) 
npoTOK (3%). KoapKTaqi/ia aopTbi (naTomoMOHi/iHHaa fl/ia 
CMHflpoivia LLIepeujeBCKoro-TepHepa) o6bNHo He xapaK- 
TepHa, ho He i/icK/iiOMaeT fluarH03 ci/iHflpoMa HyHaH. M3- 
MeHeHUfl 3Kr Ha6nioflaK)Tca npH CHHflpowie HyHaH b 90% 
cny^aeB. 06biMHO, sto n3MeHeHi/ia 3KI~, xapaKTepHbie fl/ia 
MMeioujerocfl nopoKa cepflqa. Ho npi/i OTcyTCTBui/i Bpow- 
fleHHbix nopoKOB cepflqa TaK>Ke i/iMeioTca Tuni/iHHbie fl/ia 
CMHflpoivia HyHaH i/i3MeHeHi/ia - wi/ipoKi/ie KOMnneKCbi QRS 
c npewwymecTBeHHO OTpni4aTenbHbiivii/i 3y6u,aMi/i b zieBbix 
rpyflHbix OTBefleHnax (62%), CMemeHi/ie 3/ieKTpi/mecKOi/i 
och cepflqa B/ieBO i/i rny6oKi/ie Q -bo/ihw. 

OTCTABAHI/IE B POCTE BcrpeMaeTca y 70% ppieih 

C CMHflpOMOM HyHaH. POCT npH pOKfleHI/IM 06bNH0 Hop- 

ManbHbM (ot flo -2 SDS). flo 8-12 neT fleTH o6bmHO pa- 
CTyT napa/i/ie/ibHO 3-ei7i nepqeHTi/i/ii/i. KoHeHHbii/i pocT 
b cpeflHewi cocraB/iaeT 162,5 cm y wiy>KHMH m 151 cm y weH- 



TblJlbHOI/l nOBepXHOCTI/l CTOn 1/1 KI/lCTei/l. nMM())3fleMy HJ1I/I 

BOflHHKy nnofla pa3HOM creneHi/i Bbipa>xeHHocTi/i mo>kho 
o6Hapy>KHTb npi/i y3M Ha paHHi/ix cpoKax 6epeMeHHoc™. 
3i\a npoHBJieHi/ia co BpeMeHeM nocTeneHHO perpecci/ipyioT. 

KCttKHblE nPQflBflEHMIfl npn cnHflpoMe HyHaH 
BKniOHaiOT nnrMeHTHbie HeBycbi (25%), nHTHa qBeia KO(|)e 
c MonoKOM (10%) i/i jieHTi/iro (3%). flncn^a3HM HorTeBbix 
cjjanaHr BCTpeHaioTca b 67%. 

HAPyUJEHM^ CO CTOPOHbl OPrAHA 3PEHMfl 
o6bNHO BK/iioMaiOT Kocoma3ne (48-63%), HapyiueHMfi 
pe4>paKi4MM (61%), aM6nnonnio (33%), aHOMannn nepefl- 
Hero OTpe3Ka (63%) n rna3Horo flHa (20%), Hi/iCTarM (1 0%). 

HEI/IPOCEHCOPHAfl TyrOYXOCTb Ha6nioflaeTca 
y 1 0-25% oiyHaeB. 

rEnATOCnJ1EHOMErAJ1l/l?1 Hei/i3BecTHOi/i stmo^o- 
ri/in nacTO Ha6;iK)flaeTca y fleiew M/iaAwero B03pacTa 
(26%-51%). HapyujeHMM cpy h K141/1 t/i neneHi/i w ce^e3eHKn 
npw stom He HaG^iOflaeTca. 

fl/ia CMHflpoMa HyHaH xapaKTepHa JIErKAH 3AflEP>K- 
KA MOTOPHOrO PA3BI/ITI/lf1 . HapyiueHMa apu/iKy/iymi/ii/i 
Ha6^ioflaioTCfi Macro (72%), ho o6bmHO xoponio noflflaioT- 
ca KoppeKMMM. 3AflEP>KKA yMCTBEHHOrO PA3BI/ITI/lfl 
^erKow CTeneHM BCTpenaeTCfl b 15%-35%. flna Hee xapaK- 
TepHbi cneqwcfiMMecKMe Bi/i3yanbHo-KOHCTpyKU(i/ioHHbie 
npo6neMbi w HecooTBeTCTBi/ie Bep6a/ibHoro v\ HeBep6a^b- 
hoto. HepeflKO y fleTetf i/iMeiOTca noBefleHMecKMe npo6/ie- 

Mbl - HeyKJlK»KeCTb (He/lOBKOCTb, 6eCTaKTHOCTb), nHii^eBbie 

npo6neMbi, 6ecnoKOMCTBO (HeyroMOHHOCTb, cyeinMBOCTb) 
i/ijii/i ynpaMCTBO, sxo^a^na v\ pa3flpa>KMTenbHOCTb, C0141/1- 

a^bHbie npo6^eMbl H fle4>HL(MT BHMMaHI/ia. BOJlbLUMHCTBO 

fleTei/i (oko^o 75%) He McnbiTbiBaeT Tpy,iiHOCTei7i b o6yMe- 
Hi/11/1 b o6ii(eo6pa30BaTenbHoi7i lUKO^e, ho b 1 0-1 5% MoweT 
noHaflo6nTbca cneMwanbHoe o6yMeHne. 

B 3aMK)MeHHn c/ieflyeT noflnepKHyTb, mto ci/iHflpoM 
HyHaH flB/iaeTca MacTbiM reHeTi/mecKi/iM cnH,qpoMOM, flwa- 
rHocTMKa KOToporo ocHOBaHa b nepByio onepeflb Ha bhm- 
Maie^bHOM ocMOTpe naqneHTa c OTdaBaHi/ieM b pocie. 

AM. UJaHduH 

HHcmumym demcKOu 3HdoKpuHonoeuu OfYdHU, 



HpMTBpuM mtarHocruHM cuHffpoiua HyHaH (npuTepuM van der Burgt) 



KpviTepi/iM 


OCHOBHbie 


AononHMTenbHbie 


1. Jlnqo 


Tnnn4Hbiw <t>eHOTwn 


OTfle/lbHbie CTMrMbl 


2. Cepflqe 


CieH03^ero4HOM apTepww, runepTpocjjuHecKaa 
o6cTpyKTHBHaa Kapfli/iOMi/ionan/ia w/wm 
xapaKTepHbie M3MeHeHna Ha 3KP 


flpyrow flecj>eKT 


3. Poct 


< 3-w nepqeHTnnn 


< 10-i7i nepMeHTunw 


4. TpyflHaa K/ieTKa 


KuneBHflHaa / BopoHKOo6pa3Haa rpyflHaa KaeTKa 


LUnpoKaa rpyflHaa K/ieTKa 


5. CeMetfHbM aHaMHe3 


PoflCTBeHHi/iKu 1 -ro nopaflKa c ycTaHOB/ieHHbiM 


PoflCTBeHHUKU 1 -ro nopaflKa 




flHarH030M; 


c npeflno/iaraeMbiMflnamo30M 


6. flpyrne 


3aflep>KKa yMCTBeHHoro pa3BMTna 


3aflep>KKa yMCTBeHHoro pa3BMTwa 




+ KpnnTOpXM3M 


H/1H KpMnTOpXH3M 




+ anMc()a™MecKaa flwcnna3na 


n/ii/1 nwM(j)aTHHecKaa flncnna3na 
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